The ID, diagnosis, inheritance pattern, ethnicity, number of cases and numbers sampled are shown. LCA = leber congenital amaurosis; CRD = cone rod dystrophy; RP = retinitis pigmentosa; MD = macular dystrophy and RCD = rod cone dystrophy.
Summary of specific details of families that were studied. COL11A1  GUCY2D  NDP  PDE6C  RDH12  SNRNP200 VCAN  ABCC6  CABP4  CRB1  HMCN1  NPHP1  PDZD7  RDH5  SPATA7  WFS1  ADAM9  CACNA1F  CRX  HTRA1  NPHP3  PEX1  RGR  TEAD1  AHI1  CACNA2D4 CYP4V2  IDH3B  NPHP4  PEX7  RGS9  TIMM8A  AIPL1  CC2D2A  DFNB31  IMPDH1  NR2E3  PGK1  RGS9BP  TIMP3  ALMS1  CDH23  DMD  INPP5E  NRL  PHYH  RHO  TLR3  ARL6  CEP290  EFEMP1  INVS  NYX  PITPNM3  RIMS1  TLR4  ARMS2  CERKL  ELOVL4  IQCB1  OAT  PRCD  RLBP1  TMEM126A  ATXN7  CFB  ERCC6  JAG1  OFD1  PROM1  ROM1  TOPORS  BBS1  CFH  EYS  KCNJ13  OPA1  PRPF3  RP1  TREX1  BBS2  CHM  FBLN5  KCNV2  OPA3  PRPF6  RP2  TRIM32  BBS4  CLN3  FSCN2  KLHL7  OPN1LW  PRPF8  RP9  TRPM1  BBS5  CLRN1  FZD4  LCA5  OPN1MW  PRPF31  RPE65  TSPAN12  BBS7  CNGA1  GNAT1  LRAT  OPN1SW  PRPH2  RPGR  TTC8  BBS9  CNGA3  GNAT2  LRP5  OTX2  PXMP3  RPGRIP1  TTPA  BBS10  CNGB1  GPR98  MERTK  PANK2  RAX2  RPGRIP1L TULP1  BBS12  CNGB3  GRK1  MFRP  PAX2  RB1  RS1  UNC119  BEST1  CNNM4  GRM6  MKKS  PCDH15  RBP3  SAG  USH1C  C2  COL2A1  GUCA1A  MTTP  PDE6A  RBP4  SDCCAG8 USH1G  C3  COL9A1  GUCA1B  MYO7A  PDE6B  RD3  SEMA4A Supplementary Table S3 Exons not covered in the targeted reagent.
The diagnosis of the patients was either RP (for A, C and D) or LCA (for B). The chromosome and position of the variants are depicted according to the human genome assembly, hg19. Text in bold and italicised highlights potential pathogenic missense variants. For BLOSUM62, high pathogenicity=<0; AGVGD, high pathogenicity=C15 to C65; SIFT prediction, high pathogenicity=deleterious; MAPP prediction, high pathogenicity=bad. Homo = homozygous. Het = heterozygous.
List of candidate variants in the 4 patient verification study. Supplementary Table S4 (A) Candidate variants after alignment, variant calling and filtering are shown. The chromosome and position of the variants are depicted according to the human genome assembly, hg19. For the missense variants, pathogenic scores are shown in bold and italicised text. So for BLOSUM62, high pathogenicity=<0; AGVGD, high pathogenicity=C15 to C65; SIFT prediction, high pathogenicity=deleterious; MAPP prediction, high pathogenicity=bad. Homo = homozygous. Het = heterozygous. Whether the missense variant lies within a protein domain is also shown. NA = not annotated. Segregation of the variants where DNA from additional family members was available is also highlighted. A = artefact, R = real. The variants confirmed to be pathogenic are highlighted in bold and underlined.
